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Molecular genetic analysis of congenital thrombocytopenia, hemostatic and
coagulation disorder
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Thrombocytopenia occurring in childhood must be differentiated from immune
thrombocytopenia, hematological malignancy, bone marrow failure, and inherited thrombocytopenia.
In this study, exome sequencing identified gene A and B in two families with pancytopenia and
congenital thrombocytopenia, respectively. The pathogenicity of these two genes and variants were
subsequently evaluated by deep-sequencing, RT-PCR, and/or RNA-sequencing. Deep-sequencing results
was strongly convinced that this variant was derived from the early-phase somatic mosaicism.
However, lymphoblastoid cell lines derived from patient’ s blood could not include the cells with
the variant. The strong toxicity of the variant of gene A induced cell mortality. A total of 42
families of congenital abnormalities of thrombosis and/or hemostasis was performed for exome
sequencing. The diagnostic rate was 23.8% (10/42). Exome sequencing is useful technique for the rare

disorder associated with congenital thrombocytopenia.
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Molecular genetic analysis of 10 families with chronic thrombocytopenia
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